Brachydactyly, mesomelia, mental retardation, aortic dilatation, mitral valve prolapse, and characteristic face.
We report on a male with brachydactyly, thin habitus with narrow shoulders, mesomelic shortness of the arms, long lower face with obtuse mandibular angle, maxillary hypoplasia with beaking of the nose, aortic root dilatation, and mitral valve prolapse. This combination of findings has not been reported previously.